A patient with mitochondrial myopathy is described. Examination of his fundus revealed bilateral viteiliform degeneration of the maculae. This lesion is a focal abnormality of the retinal pigment epithelium and may be a manifestation of the underlying mitochondrial disease.
The mitochondrial myopathies (MM) or cytopathies or encephalomyopathies, as they are variably described, are a group of disorders with marked clinical and biochemical heterogeneity. The brain and muscle are the principal tissues that are affected, but involvement of haemopoietic, endocrine, cardiac, liver, and ocular tissues is well recognised.' Diagnosis of these conditions is based on the demonstration of morphological abnormalities of mitochondria on skeletal muscle biopsies; identification of biochemical defects, mainly along the respiratory chain; or as has been described recently by identification of abnormal or mutant mitochondrial (mt) DNA by means of restriction fragment length polymorphisms and DNA sequencing. '-3 The basis of the heterogeneity is explained in terms of the mitotic segregation hypothesis, whereby it is proposed that each cell contains a proportion of wild type and mutant mt DNA." When the relative proportion ofmutant mt DNA is present at a critical threshold in a selected tissue, clinical disturbance of that tissue will result.' This proportion of mutant mt DNA is transmitted maternally and is distributed by mitotic segregation at the time of zygote formation. 3' In this paper we describe the occurrence of vitelliform macular degeneration in a patient with infantile mitochondrial myopathy. The possible significance of this association is discussed.
Case report A 20-year-old black male patient presented with symptoms of a multisystem disorder. He was of short stature (height 145 cm) and had marked mental impairment. The essential findings were those of a proximal myopathy with a cardiopathy; ptosis without ophthalmoplegia; bilateral sensorineural deafness; distal symmetrical sensory neuropathy; and raised concentration of cerebrospinal fluid protein (0 5 g/l). He had no dysmorphic features but showed evidence of delayed sexual maturation. Funduscopy revealed normal optic discs but striking vitelliform changes of the maculae (Fig 1) . Biochemically the main abnormalities were those of a raised resting serum lactate (2-8 mmol/l; normal=0-16-1A 8 mmol/l) and a raised serum pyruvate (83 mmol/l, normal=41-67 mmol/l). A biopsy of the left biceps brachii showed that an estimated 10% of the fibres were 'ragged red' on the modified Gomori-trichrome stain (Fig 2a) . Subsarcolemmal accumulations of mitochondria were noted on NADH-reductase stain. Cytochrome oxidase and phosphorylase activity was found to be normal with the appropriate stains for these enzymes. Electron microscopy revealed elongated and oval shaped mitochondria containing laminated paracrystalline inclusions (Fig 2b) In support ofthis contention is the observation of macular degeneration in a patient with mitochondrial encephalomyopathy and brain infarctions described by Kuriyama et al." These authors described their patient as having a 'well demarcated white-yellow circular spot that resembled an egg-yolk'. While no photograph of the lesion is shown, this description is typical of vitelliform macular degeneration. We therefore consider that the association with MM is unlikely to be a chance finding. The 
